F ew entities exist in which optic nerve hypoplasia (ONH) is found in association with peripheral retinal nonperfusion. Among these are the congenital muscular dystrophies with abnormal glycosylation of ␣-dystroglycan, consisting of Walker-Warburg syndrome, muscle-eye-brain disease, and Fukuyama congenital muscular dystrophy, characterized by defective brain migration and ocular abnormalities. Posterior segment findings in these disorders have included ONH as well as retinal dysplasia. 1 Herein, we describe a full-term girl not only with ONH and bilateral peripheral retinal nonperfusion with resultant tractional retinal detachments but also with severe brain abnormalities including lissencephaly and hydrocephalus.
Report of a Case.
A 3785-g girl born at 39 weeks' gestation was referred for bilateral retinal detachments. The prenatal course was uneventful, and there was no family history of eye or neurological abnormalities.
Shortly after birth, she developed seizures. Magnetic resonance imaging revealed massive dilatation of the lateral ventricles secondary to atrophy and hydrocepha-lus, marked cortical dysplasia and lissencephaly, periventricular calcifications, and a thin corpus callosum (Figure 1 ). Although the calcifications were suspicious for cytomegalovirus infection, serologic and urine culture results were negative. The serum creatine kinase level, to evaluate for a muscular dystrophy, was normal.
Examination revealed normal anterior segments. Fundus photography of the right eye showed a large tractional retinal detachment involving the macula, obscuring both the macula and the optic nerve, with posterior retinal vessels dragged and distorted into a retinal fold (Figure 2A ). Fluorescein angiography demonstrated massive leakage off the stalk and along the apex of the horseshoe-shaped retinal detachment ( Figure 2B ). The optic nerve of the left eye showed a double ring sign consistent with ONH as well as foveal hypoplasia ( Figure 2C ). The retinal vessels terminated posteriorly, especially temporally with extraretinal fibrovascular proliferation extending into the vitreous and tractional detachment inferonasally and superotemporally ( Figure 2D and E).
Laser photocoagulation was applied to the avascular retinal zones. The patient subsequently underwent vitrectomy in both eyes. Three months later, the left retina was attached completely ( Figure 2F ) but the right retina remained detached.
Comment. There is a spectrum of disorders with ocular and neurological manifestations that overlap those of our patient. In the congenital muscular dystrophies, an underlying defect in glycosylation is thought to result in severe defects in neuronal migration, thus causing hypoplasia of various brain and eye structures. 2 Walker-Warburg syndrome is the most severe, with brain abnormalities including lissencephaly, hydrocephalus, cerebellar malformation, hypomyelination of the white matter, and agenesis of the corpus callosum. 3 Ocular posterior segment abnormalities include retinal dysplasia as well as hypoplasia or atrophy of the optic nerve and macula. Lissencephaly can also be found in Fukuyama congenital muscular dystrophy and muscle-eye-brain disease with associated ONH and retinal hypoplasia. 4 A case of genetically proven muscle-eye-brain disease with ONH and peripheral retinal nonperfusion with secondary fibrovascular proliferation and retinal detachment was recently described. 2 Our patient shares many similar features but had no evidence of a muscular dystrophy, with clinically absent hypotonia and a normal creatine kinase level. Additionally, a case of de Morsier syndrome with similar ocular findings of bilateral peripheral retinal nonperfusion and neovascularization with resultant retinal detachment was reported recently. 5 We suggest that the abnormal neuronal development that led to lissencephaly resulted in optic nerve and retinal maldevelopment and subsequent associated retinal vascular maldevelopment. Tractional retinal detachment is an end stage of a process that starts with nonperfusion and progresses to ischemia and extraretinal fibrovascular proliferation in a variety of pediatric retinal diseases.
Although the cause of neural maldevelopment in our patient remains elusive, her case supports the idea that patients with severe neuronal migration deficits should be evaluated for ONH and abnormal retinal vasculature development, even without evidence of a muscular dystrophy.
